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XBOPOBA I'NIIEJA-JIHIAY

AKTYyaJIbHiCTh IPo0J1eMu. [CHYIOTh XBOPOOH, SIKI PIIKO 3yCTPIYAIOTHCS Yepes
T€, L0 I1X BaXKO JIarHOCTyBaTH 1 JIETKO MOXHa CIUIyTaTd 3 1HIIUMHU
3aXBOPIOBAHHAMMU, K1 MOXKYTbh MaTH CXOKY CUMIITOMAaTHKY, aj€ Pi3HYy €TIOJIOTi0
ta naroreres. Tak 1 xgopoOa ['inmens-Jlinnay (XI'JI). Lle noBo:i piakicHe ciaakoBe
3aXBOPIOBaHHS 3 YPOKCHHAM 0aratboX CHCTEM. XapaKTepPH3ye€TbCS yTBOPEHHSIM
MyXJIMH, Hal4YacTilie — TIeMaHrio0jacToM, IO SBISIOTH CO00I0 J0OpOsKICHI
MyXJIMHU, SIKI (QOPMYIOTBCA 3 KPOBOHOCHUX CYAMH. Takl MHyXJIMHU MOXKYTh
BUHMKAaTU B TOJIOBHOMY Ta CHOMHHOMY MO3KYy, MIANUTYHKOBIA —3ajo03l,
HaJIHUPHUKOBUX 3ajio3aX. SIKIo remanriobiacToMa BUHHKHE B LEHTpPaJbHIN
HEPBOBIN CUCTEMI, TO CUMIITOMAaTHKa Oy/1€ CX0Xka 3 1HIIMMHU 3aXBOPIOBAHHIMH, SIKi
ypaxawTs [ITHC. ¥V 1mpomy 1 nonsrae npobdiema M1arHOCTUKU I[bOTO PapUTETHOTO
3aXBOPIOBaHHS.

Meta pocuaimkennsa. OzHailomutu 3 ocoOnuBocTsMu nepediry XIJI mms
MOJIETHIEHHS 1i JIarHOCTUKM Ta TMOKPAIUEHHs JIKyBaHHS, MpOaHali3yBaTh JaHl
CBITOBO1 JIITEpaTypu 3 NPHUBOAY MATOr€HE3y, CUMITOMATHKH, IaTHOCTHKU Ta
mikyBanas XI'JL.

Marepiasm Ta wmetoau. OmnparboBaHo pi3Hl 1HGOpPMAIIIHI HAyKOBI
JiTEpaTypHi JKepena.

Pe3yabTaTu gociaimpkenns. XI'JI — e cnaakoBe 3aXBOPIOBAHHS, SIKE BUHUKAE
yepe3 reHeTUYH1 MyTallli reHy Ha 3-ii XpOMOCOMI, MIEPeIa€ThCs 1€ 3aXBOPIOBAHHS
3a ayTOCOMHO-JIOMIHAHTHUM THUIIOM, TOOTO 13 MOKOJIIHHA B MokomiHHSA [1]. Takox
TeHEeTHUYHI MyTallli MOXXYTh BHHHMKATH BHACHIJOK 1H(IKYBaHHS Bipycamu, Aii
COHSIYHOTO YyJbTPadioIeTOBOr0 BHUIPOMIHIOBaHHA. [Ipu 1IbOMY YTBOPIOIOTHCS
reMaHrio0JacToOMH, SIK1 YacTillle 3a BCE JIOKaJI3yIOThCS B MO30UKY Ta CITKIBKH OKa,
a TaKOX MOXYThb BpaKaTW 1 IHII OPraHW Ta CHUCTEMH, HANPHUKIAA, HHUPKH,
MIIIUTYHKOBY 3a5103y. YacToTa 3ycTpidaeMOoCTi 11i€1 XBOpOOH CTAaHOBUTH | BUTIAJ0K
Ha 30-40 tuc. moaei [3].

Bunukae XI'JI yepe3 myTalito 3apoJKoBOi JiHIi TeHy cynpecopa MyXJIUHU
VHL na xopoTkoMy 1uieui 3 xpomocomu. KokHa KJIiTHHA B OpraHi3Mi JIIOJUHH,
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OKpIM CTaTEBUX XpPOMOCOM Mae AB1 Komii koxkHoro reny. [Ipu XI'JI ogHa kormis mae
MyTallil0 TeHY, sIKa Hece HeNmpaBUJIbHY 1H(QOpMaIlito Mpo CUHTE3 O1IKa, Yyepes3 1o
CHUHTE3Y€EThCS CIIOTBOPECHUM OLIOK, 10 MPU3BOAMTH JI0 PO3BUTKY MyXJsiH [1].

TobTo MyTallis reHy Ma€ BIUIMB HA YHCJEHHI KJIITHHHI TPOIIECH, TaKl SK
pEryJyiflil0 TPAHCKPHIILIi, yTBOPEHHS TMO3aKJIITUHHOTO MAaTPHUKCY, AamoITo3,
KJIITHHHY aJallTUBHY BIAMOBIIb Ha TITOKCit0. Yepes 111 Bci MeXaHi3MHU BiJI0yBa€ThCS
MOIIMPEHUN PO3BUTOK CYJIMHHUX MyXJIWH, TOOTO TeMaHT100J1acTOM, SIKi Bpa)karoTh
T'OJIOBHHMM Ta CHMHHUM MO30K, CITKIBKY Ta 1HIII BHYTpilTH1 opranu [1].

XTI'JI naituacrime ypaxkae [IHC, a came M03040K, CTOBOYp MO3KY, CIUHHHIA
MO30K , Ma€ JOOpOsKiCHUN XapakTep. KIiHIYHO HEBPOJIOTIUHA KapTUHA 3aJI€KUTh
Bix jokamizamii nmyxauau B IIHC. Hampukian, sKmo remaHriodiactTomMa ypaxae
MO304YOK, TO TMall€eHTH OyAyTh MAaTH ILepeOespHy aTakciio. Ko myXxiuHa
JIOKaTi30BaHa y CTOBOYp1 FOJIOBHOTO MO3KY MOK€ BUHUKATHU Tinectesis, gucdaris,
au3aptpist [2].

JIst M11arHOCTUKY I[bOTO 3aXBOPIOBAHHS BUKOPHUCTOBYIOTH 1HCTPYMEHTAJbHI
METOJY JOCJIIKEHHSI Ta KOHCYJbTallll JOJAaTKOBUX CIELIAIICTIB JJIsi TOTO 1100
OI[IHUTH CTyMiHb ypaxeHHs 1HIUX cTpykTyp IIHC remanriobiactomoro. A came
OTOPUHOJIAPUHTOJIOT OIIHIOE BTPATy CIAYXY, SKa MOXE BUHUKATH TPH ITyXJIMHAX
erponiMmbpaTrynoro mimka [3]. OdranrbMoor i OIIHKK Ta MEPEBIPKU CTaHy
ciTkiBku. KoHcynbTallis reHeTika HeoOX1Ha, a/kKe K 3a3Ha4ajioch BUIIIE, IO 1€
CMAJKOBE 3aXBOPIOBAHHS, TOMY BaXXJIMBO IPOBOJIUTH TEHETHUYHE IOCITIIKCHHS
cepes NalleHTIB y IKUX € migo3pa Ha myTauii B reHi VHL. Takox Y3/] BHyTpimHIxX
OpraHiB JJIsl TIEPEBIPKU ypak€eHb MyXJWHOIO IHIMUX OpraHiB Ta cuctem. MPT
TOJIOBHOTO MO3KY Ta XpeOTa JIJIsl TOro 00 OIIHUTH HAsIBHICTh My XJIMHU Ta ii TOUHY
nokamizamiro B [THC abo iHmux opranax [2].

JlikyBaHHs HaifuacTilie XipypriyHe Ta BKJIIOYA€ T[IOBHE BHJIAJICHHS
reMaHrio01acToMu. BUIBIIICTh TAKUX MYXJWH MOXXHA BUAAJIUTU 0€3 MIKOAU JIJIst
nafieHTa. Xoua Micjid BUJAJICHHS MOXYTh OyTH JIesiKi HEBPOJIOTIYHI MOPYLICHHS,
aJle BOHM 3HHWKAIOTh MPOTATOM 6  TIDKHIB Ta TAIliEHTH IOBEPTAIOTHCS JI0
HOPMAaJILHOTO XHTTA [2].

BucnoBok. XI'JI € 1oBoi cepilo3HUM, alie PIAKICHUM 3aXBOpIOBaHHSIM. Tomy
B I[bOMY IHUTaHHI JIiKapi MalTh OyTH 0013HaHI Ta YBaXXHUMH ISl TOTO, 100 y
Nall€HTa 13 HEBPOJOrIYHOK CHUMIITOMATUKOI NPaBWIIBHO 310paTH aHaMHE3,
npoBecTH Au(EpeHIliiHy TIarHOCTUKY Ta MPU3HAYUTH CBOEYACHE, pallioHaJhHE
JIKyBaHHA. AJKe Y pa3i BCTAHOBJIEHOTO HEMPABUJIBHOTO JIIarHO3Y Ta HEaJeKBaTHOT
Teparmii BUTPAYa€ThCA dYac, KU HE TOBEPHENI, a MyXJIMHA MPOJOBKYBaTUME
MIPOTPECyBaTH Ta HEYXUJILHO BEJIE /10 Ba)KKOI 1HBAJIIIM3AIlli MallieHTa.
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